The syndrome of rapidly progressive unexplained dyspnoea is dramatic. If it entails respiratory failure, artificial ventilation is resorted to. The cause is usually a cardio-pulmonary disease but in some cases a neuromuscular disease may be involved. In neuromuscular diseases respiratory failure is as a rule a terminal symptom, and in these cases the history and the results of examination rapidly lead to a diagnosis. In rare cases, however, respiratory failure can be a presenting symptom of a neuromuscular disease. Newsom Davis,' Rosenow,2 Bellamy,3 and Lightman4 described patients with respiratory failure as the initial symptom of adult onset acid maltase deficiency.
Nine patients with adult onset acid maltase deficiency were seen at the Nijmegen University Hospital and the St Elisabeth Hospital, Tilburg, during the period [1970] [1971] [1972] [1973] [1974] [1975] [1976] [1977] [1978] [1979] [1980] [1981] [1982] (table 1) . Respiratory failure was predominant in five of these patients, and in four it was the initial symptom. Early diagnosis of this disease is important with a view to therapy and genetic counselling.
Case reports
Patient I was hospitalised in 1982 with progressive dyspnoea of a few days' standing. During the past few months his family doctor had given him antibiotics in an unsuccessful attempt to control his bronchitis.
There was a history of hilar pulmonary tuberculosis at the age of 2 years. In 1976 the patient had been examined elsewhere by a neurologist in view of low back symptoms. The examination revealed no abnormalities other than areflexia of the extremities. An TMedium chain triglycerides had already been noticed that the patient used his accessory respiratory muscles. In view of his habitus the patient had been erroneously identified as suffering from Marfan' s disease. Examination revealed a thin man with thoracic kyphosis. Blood pressure was 130/80 mm Hg; tachycardia, vesicular respiratory murmur over the lungs and loud percussion sounds, and systolic souffle over the heart were found. No biochemical abnormalities other than respiratory acidosis were found and CK level was normal. The chest radiograph showed slight infiltrates. The ECG was normal. Sputum cultures were repeatedly negative. Pneumonia with respiratory failure was diagnosed and ventilation started, from which the patient could not be weaned despite adequate therapy. Questioning revealed that the patient had slept in a sitting position during the past few months and had had difficulties walking stairs. Neurological examination showed restricted abduction and adduction of the left eye. The facial nerves were intact. There was bilateral atrophy of the musculature of the shoulders, trunk and thighs, which was less pronounced distally. The distal parts of the extremities were stronger than the proximal parts. No fasciculations were seen. Sensory functions were intact and the arms showed normal reflexes, whereas the legs showed areflexia. There were no biochemical abnormalities and the EMG was normal (table  1) . The acid maltase content of the leucocytes was not diminished. The muscle biopsy, however, was conclusive of acid maltase deficiency biochemically. The patient was weaned from ventilation after 4 weeks, but one week later ventilation had to be resumed. This sequence of ventilation and weaning was repeated thrice until the patient was finally weaned with marginal ventilation. He died from aspiration pneumonia in January 1979.
Patient 3 was a 33-year-old man admitted after two days of progressive dyspnoea. He 
